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The proband was a 55-year-old white female who
sought pretest counseling when she learned that her
father was a BRCAI mutation carrier. Her father is
85 years old, in good health, and is a brother of a
woman who died as a result of ovarian cancer at the
age of 35. He learned his mutation status as a partic-
ipant in a National Cancer Institute research study
of familial breast and ovarian cancer. He encouraged
all of his children to enroll onto the study and to
consider testing. The proband and her siblings (two
sisters ages 40 and 48, and a brother age 38, all
unaffected) decided to obtain pretest counseling and
consider genetic testing.

During pretest counseling, the proband re-
vealed her preference that information related to a
positive mutation test, in either herself or her sib-
lings, be withheld from her parents. Her rationale
was to protect her father from the guilt of having
passed a mutation on to an offspring. She stated that
her test results “were her own,” and that she would
not disclose results to her relatives, whether she tested
negative or positive. She also indicated that she would
attempt to influence how her siblings communicated
their personal test results within the family, by encour-
aging them to withhold their results, should they learn
that they were mutation carriers.

All four siblings chose to be tested and their
results were disclosed in individual sessions on the
same day. The proband, one sister, and her brother
had the same mutation that had been identified in
their father; the other sister tested negative. The pro-
band was assured that the research team would pre-
serve the confidentiality of her information. She
stated that she clearly understood the implications
of her test results for her children, that she would
“take care of them,” promising that they would be
informed of the test results when it “was appropri-
ate.” The proband’s siblings shared their mutation
results with family members in the waiting room
following their disclosure session. However, in the
presence of several members of the research team,
the proband lied to her family members about her

test results, informing her family that she had tested
negative for the BRCAI mutation.

This was the first time that our research team had
encountered this ethical dilemma. The central con-
flict was between the duty to maintain the proband’s
confidentiality and the duty to disclose clinically valu-
able information to at-risk relatives. Furthermore, the
proband’s deceit had resulted in false reassurance re-
garding her children’s risk, which could be viewed as
increasing the team’s duty to make certain that the
family was informed of the actual risk. The team was
disturbed at having been made complicit in the pro-
band’s lie, because this goes against core personal and
professional values of truthfulness.

The heart of the dilemma lay in how to ensure
that the proband’s children received the information
that they needed to take proper care of themselves. In
particular, the oldest daughter was approaching age
25, the time at which it is generally recommended that
breast and ovarian cancer screening begin among fe-
male mutation carriers’; early-onset breast cancer was
part of this family’s history.

Several research team members believed that
the potential benefits to the 23-year-old daughter
should outweigh the wishes of her mother; they fa-
vored offering her genetic counseling so that she
could make her own decision about testing. This
course of action would comprise a de facto disclo-
sure of the mother’s mutation status, given that the
only circumstance under which such a recommen-
dation would be offered was one in which the
mother was known to have a mutation. This posi-
tion was justified by arguing that by not offering her
the opportunity to learn her own mutation status,
the daughter would not have the opportunity to
attempt to modify her risk of breast and ovarian
cancer—both potentially lethal events. Other re-
search team members believed that the proband’s
confidentiality took priority, and that the research
team could not breach the agreement with her, even
to accomplish a goal that most would regard as
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worthwhile. These conflicting views led the team to request an ethics
consultation from the Ethics Sub-Committee of the National Society
of Genetic Counselors. After additional discussion by the research
team, a consult from the Bioethics Consultation Service from the
Clinical Center of the National Institutes of Health was requested
aimed at mediating the ethical and legal issues. Three fundamental
issues arose as a result of the ethics consultations.

Issue 1: What Is the Standard Clinical Approach to
BRCA Testing, Counseling, and Management?

BRCA susceptibility testing and cancer risk management. 1In the
mid-1990s, the autosomal dominant cancer susceptibility genes,
BRCA1 and BRCA2, were identified.>® Most mutations are highly
penetrant: the cumulative risk of breast cancer in female BRCAI
mutation carriers is estimated to be between 56% and 87% by age 70,
the corresponding figures for ovarian cancer are 16% to 63%.>” Early
onset of breast cancer is one of the hallmarks of this syndrome. Ap-
proximately 50% of the excess cancers develop by age 50.7*

Clinical genetic testing soon followed the cloning of these genes,
and many affected individuals and their family members have been
referred for genetic counseling and evaluation for BRCA testing.” As
individual family members learn their mutation status, the implica-
tions of this new information become apparent for their immediate
blood relatives, some of whom will be found to lack genetic cancer
susceptibility, whereas others are identified as being at high genetic
risk. The influence of this information, and its potential impact on
health care decision making, is readily apparent.

Current risk management strategies for a woman with a BRCA
mutation neither completely eliminate the risk of breast or ovarian
cancer, nor have been proven to improve survival, but they are gener-
ally accepted as conferring substantial benefit, nonetheless.'® Prophy-
lactic removal of the breasts and/or ovaries and fallopian tubes seems
to offer the largest reduction in cancer risk.'® Recent data also suggest
that the addition of magnetic resonance imaging of the breasts im-
proves the sensitivity of breast screening.' ' Other measures provide
less certain benefit; these include the use of tamoxifen for breast cancer
prevention in BRCAI/2 mutation carriers,'' and the use of oral
contraceptives for the chemoprevention of ovarian cancer.'>'®

Genetic counseling and communication of test results. Genetic
counseling places a high value on the sensitivity of the information
obtained from an individual and family members. It is standard prac-
tice to assure individuals being counseled that the information they
provide will be kept in confidence, and will not be disclosed without
their authorization. However, it is common for genetics clinicians to
work with multiple members of the same family—a situation that
necessitates careful attention to who within a family is permitted to
know what about whom. Although they are committed to protecting
each individual’s privacy, clinicians also routinely stress the value of
sharing genetic information with close family members who might
use this knowledge to inform their own health care decisions."” This
discussion must balance the individual’s right to privacy and to keep
their personal medical information confidential with the potential
benefit of sharing genetic testing results with other family mem-
bers.”>*! When an individual chooses not to share a test result with
family members, and other family members know that testing has
occurred, the relatives are still free to consider genetic testing on their
own. This is especially true in families in which there is an affected
family member with a known deleterious mutation, as in the present
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case. However, when false information is conveyed to the family by an
individual who has undergone testing, the potential for harm to other
family members, especially the children of such an individual, is sub-
stantially greater.

Voluntary disclosure of BRCA1/2 mutation test results to close
family members appears to be common (63% to 97%) but not
universal.*>>> BRCA1/2 mutation carriers shared results more fre-
quently than either those with true negative results or those with
mutations of uncertain significance (83%, 76%, and 65%, respec-
tively). Mutation carriers also reported more difficulty and distress
related to the communication of their test results to family members
than did those who were negative.”> No studies have assessed the
frequency of disclosure of false information to relatives; however, the
proband’s actions could be interpreted as a strategy to protect herself
from the emotional distress associated with disclosure.

In another study, women at high genetic risk of breast and ovar-
ian cancer were asked if a physician should seek out and inform at-risk
family members against the patient’s wishes; only 22% concurred.*®
The women who demonstrated the greatest knowledge about
BRCA1/2were theleast likely to believe that physicians should seek out
and inform at-risk relatives against the patient’s wishes.

In the current case, the proband’s children have no incentive
to consider genetic testing because the family has been told that the
children of a mutation-negative parent cannot, by definition, in-
herit the family’s mutation. However, the proband’s oldest daugh-
ter has a 50% probability of inheriting a mutation, and she will
soon reach the age at which it would be standard-of-care to initiate
intensive surveillance for breast and ovarian cancer, if she were
known to be mutation positive.'

Issue 2: Under What Circumstance Would the
Responsibility to the Children Over-Ride the Team’s
Confidentiality Agreement With the Proband, and
Have Those Conditions Been Satisfied in This Case?

Case law and patient confidentiality. In a commentary on the
“duty to warn” and genetic information, Offit et al”” asserted that
“health care professionals have a responsibility to encourage, but not
to coerce, the sharing of genetic information in families, while respect-
ing the boundaries imposed by the law and by the ethical practice of
medicine.” Patients’ rights to privacy and confidentiality have long
been accepted as essential features of ethical medical care. From this
perspective, itis a patient’s prerogative not to share her test results with
family members. However, under certain extraordinary circum-
stances, clinicians are permitted to breach patient confidentiality, but
current legal precedent suggests that such disclosure can be justified
only to prevent “imminent harm.”*® As reviewed by Offit et al,”’
current case law on the duty to warn in cases related to cancer suscep-
tibility testing is limited and inconsistent, with different outcomes in
the two cases that have been adjudicated.”®*® In neither case was the
possibility considered that at-risk relatives might not desire to know
about the genetic risks within the family or in themselves, nor that an
affected individual might give falsely reassuring information to rela-
tives. Furthermore, the cancer susceptibility syndromes involved in
those two cases both present in childhood, and have established risk-
reducing health care options. In contrast, data to support the routine
use of cancer screening and prevention options for BRCA1/2 mutation
carriers are only now beginning to emerge."’
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Federal/state standards and patient confidentiality. The Presi-
dent’s Commission for the Study of Ethical Problems in Medicine and
Biomedical and Behavioral Research®”*' and the Health Insurance
Portability and Accountability Act (HIPAA; 45 C.E.R. Parts 160,164)
expressly prohibit the disclosure of protected health information (in-
cluding genetic information) against the will of a patient, in the ab-
sence of a “serious and imminent threat to the health or safety of a
person or the public,” and many states have statutes that protect
against disclosure of genetic information without patient consent.**>>

Professional standards of care and patient confidentiality. The
American Society of Clinical Oncology supports the position that
physicians and other health care providers should give highest priority
to maintaining patient confidentiality surrounding genetic test re-
sults."” The American Medical Association encourages physicians to
“make themselves available to assist patients in communicating with
relatives to discuss opportunities for counseling and testing, as appro-
priate.”>* The American Society of Human Genetics guidelines on
patient confidentiality suggest that breaching confidentiality should
only be considered if the harm to a relative “is highly likely to occur; is
serious, imminent, and foreseeable; the at-risk relative(s) is identifi-
able; and the disease is either preventable, treatable, or medically
accepted standards indicate that early monitoring will reduce the
genetic risk.”**

A consensus was reached to maintain the proband’s confidenti-
ality. Because her 23-year-old daughter was too young to begin
mutation-related surveillance for breast and ovarian cancer, this stan-
dard was not met in this case. In addition, because the daughter was
not yet a participant in the study, any independent contact with her
would be an explicit violation of the Privacy Rule.”"

Issue 3: Are There Alternative Approaches for
Maintaining Constructive Contact With the Proband,
in an Effort to Change Her Decision?

Although it may not be appropriate to break the promise of
confidentiality in this case, there may be other approaches to secure
the benefits of genetic risk assessment for the daughter. The research
team member with the strongest relationship with the proband was
encouraged to recontact her to determine how she was coping with her
own test results; reiterate the team’s discomfort in being party to the
deception of her children, which could ultimately lead to their harm;
and encourage her, again, to share this information with her daughter.

Approximately 6 months after she received her genetic test re-
sults, the proband was contacted, and she reported not receiving
much support from family and friends, since they all believed that
she had not inherited the mutation. However, she reported no
unusual distress. She understood, but was not sympathetic to, the
moral dilemma that she had created for the team, and she did not
feel compelled to change her position. Protecting her father from
the guilt of passing the mutation to her was her primary stated
justification for withholding the true test results from family mem-
bers. The team speculated that she was also protecting herself from
the guilt, discomfort, and sadness that she might experience if she
disclosed the true test result to her children.

She continued to believe that her daughter was too young to be
informed of the positive test result, and that informing her in a “few
years” would be sufficient. She emphasized her genuine commitment
to the health of all her children, and promised that she would commu-
nicate the information to her children “in the near future.” She re-
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ported that she had already given her personal test results to her
primary physician, with instructions to share the information with her
children should she die before she had the chance to inform them
herself. She was given positive feedback for being a caring mother, and
was encouraged to frame revealing the true test results to her children
as an act of caring. She admitted that the lie had become a burden, and
that she was looking forward to the time when she could share the
truth with her daughter.

The proband agreed to periodic contact with the research team,
and to allow annual recontact to discuss the status of informing her
daughter. The team also informed her that her daughter is eligible for
other clinical research studies being conducted. Although the team
would not single her daughter out for contact, she could be notified
(along with other eligible family members) of new research opportu-
nities. Furthermore, if the daughter independently requested the team
to perform BRCA testing, her request would be honored even though
the test result might disclose her mother’s true mutation status. The
proband understood this possibility, and stated that she would deal
with the consequences of her daughter’s decision to seek independent
genetic testing, if the issue should arise.

After extensive discussion and consideration of the medical, legal, and
ethical issues described above, the research team decided to honor the
proband’s request that her privacy be protected. The conflict was
documented in the medical record, including the concerns that were
raised and the rationale for the team’s approach. The team embarked
on a strategy intended to maintain a working rapport with the pro-
band, including periodic telephone contacts and annual follow-up
visits. The team used these contacts to continue the discussion regard-
ing the need for truthful disclosure of her test results to her children,
given that there was a window of opportunity related to that issue: the
eldest daughter was 2 years away from the age at which intensive
cancer screening would ordinarily be initiated. The team hoped that
we could capitalize on the proband’s stated concerns regarding the
long-term health and well-being of her children, and eventually help
her to see the value in changing her disclosure plan.

What did we learn from this challenging experience? A number
of practical suggestions can be offered to those clinicians who are
increasingly likely to see these patients in complex circumstances.

First, a straightforward discussion regarding the expectation of
truthfulness in sharing genetic test results with family members during
the pretest counseling session might have discouraged this patient
from lying to her relatives. We discussed her right not to share her test
results with family members and how that decision would affect her
relatives’ ability to test for the family mutation, but we did not discuss
the potential consequences of lying about test results.

Second, if a patient admits his or her intention to lie to relatives
about their test results, one could consider warning her not to discuss
this information in settings or circumstances that make the clinician
complicit in the lie. Prior discussion may help prevent the clinician
from being placed in the unpleasant position wherein we found our-
selves. With prior warning, we suggest that it is acceptable for a clini-
cian to disagree publicly with the patient. We could have simply stated
that “there must be a misunderstanding” or that “we would be happy
to review the test results again with you.”
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Third, our patients’ expectation that their privacy will be pro-
tected and that their personal medical information will be kept confi-
dential has a strong legal and ethical foundation, one that supersedes
all but the most extraordinary and compelling concerns that might
lead one to contemplate breaching this trust. Whether the current
legal protection of patient confidentiality in relation to family infor-
mation and the prevention of harm to others will be amended as we
enter the genomic era of medicine has yet to be determined. We join
with other clinicians and researchers® in urging an open and broad
discussion about the ethical and legal challenges related to providing
care to these patients in complex circumstances.

Finally, if faced with a conundrum like this one, the most practi-
cal option may well be tincture of time and patience. Preservation of a
good working relationship with the patient is paramount, and oppor-
tunities should be sought to revisit the discussion and continue efforts
to modify the patient’s position toward the desired outcome.

We have continued to speak with the proband annually, helping her
understand the importance of the genetic information for her children
and encouraging her to be truthful with them. During our most recent
conversation, approximately 2 years after her own disclosure, she
informed us that she shared her true mutations test results with her
daughter. We have also heard from other family members that they are
aware of the proband’s true mutation test results—information that
they could learn only from her or someone close to her.

Note: Per local Internal Review Board guidance, the family
pedigree was altered to prevent recognition of the family or any of
its members.
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